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Spinal muscular atrophy with lower extremity predominance associated with BICD2 mutation: A case report
WANG Juan ,XIE Yong ,HUANG Pan. (Department of Neurology, Deyang People’ s Hospital , Deyang 618000, China)
Abstract: Spinal muscular atrophy (SMA) is characterized by muscle atrophy and weakness caused by degeneration
of the anterior horn cells of the spinal cord, and spinal muscular atrophy with lower extremity predominance (SMALED)
accounts for less than 2% of all SMA cases. Due to the rarity of the disease and varying severities of its clinical phenotype,
misdiagnosis or missed diagnosis is often observed in clinical practice. In this case, a male patient aged 19 years was ad-
mitted due to “weakness in both lower limbs for more than 2 years and aggravation for more than 2 months”. Neurophysical
examination showed low muscle strength and muscle atrophy of lower limbs, with negative pathological signs or sensory dis-
orders. Electromyography examination revealed neurogenic damage in both lower limbs, and the clinical and electrophysi-
ological features of the patient were consistent with the features of SMALED. Genetic testing revealed BICD2 gene muta-
tion, and the patient was diagnosed with SMALED2. There was no aggravation of clinical symptoms at follow-up half a year

later. This case report aims to improve the understanding and diagnosis of this disease among clinicians.
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Spinal muscular atrophy with lower extremity predominance ;
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Electromyography examination
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# : ADM, abductor digiti minimi, /N8 EL; APB, abductor pollicis
brevis, 88 L ; AH , abductor hallucis, 2 i JJL; EDB, extensor digi-
torum brevis, JHEE KL,
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1 : Fib, fibrillation potential, £F BiiHi {3/ ; PSW , positive sharp wave, 1E8 % ; Amp, amplitude, JE1i§ ; Dur, duration, BB ; Poly, polyphasic wave,
Z A% ; Stabil , stability, £ € P ; 1P, insertion potential, 4/ A HL{V ; Recruit, recruitment photo, 584,
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